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1. Iotopwkn avadpoun

Ta tedevtaia 50 ypovia €xel emitevyOel peydAn mpoodog oTtov Topéa TG
YEVETIKNG, WOTE Ol YOVISIWUATIKEG HEAETEG VA Elval TAEOV EQIKTEG. ITN OUVTOUN
LOTOPLKN AVASPOUT] IOV TIAPOVCLALETAL TIAPAKATW, AVUPEPOVE TIG TIEPLOTACELS KAl
OUVETIELEG AUTWV TWV OYXETIKA TIPOCPATWV TEXVOAOYLKWV EMAVACGTACEWV.

H wotopia tTwv genomics Eekwva apéows peta v Anén tov B’ [laykoouiov
IoAéuov. Mmopovpe va movue OTL N peTafatikn TepioSog mov TponynOnke g
ETOXNG TNG Hoplakns BloAoyiag Eekivnoe autnv v TePiodo amd pla pikpn opada
(PUOLKWV KOl XNULKwV, TouG Roberts, Abelson, Cowie, Bolton kat Britton oto tunua
Mwov Mayvntiopol tou Ivotitovtov ¢ Washington. Avtol ot emloTiipoveg
TPOTIOPEVTNKAV OTH XPN0N PASIOIGOTOTWY YL TNV ATTOCAPNVLIOT] TOU UETAPBOALKNG
Siepyaociag. Autn 1 SovAeld katéAnée oe pla dnpocievon pe TitAo «MeAétng g
BloovvBeong oto Escherichia Coli» mov onuadeye tnv épevva ot Bloxnueia ya ta
emopeva 20 xpovia kal, pall pe TIPOTEPEG YEVETIKEG KAl (PUOLOAOYIKEG UEAETEG,
katéomnoav to Baktiplo E. Coli wg Tov opyaviopo-povtédo yia BLoAoyikéG HeAETEG.
Kata v Sidpkela autig TG TEPLOSOV, ATTOKPUTITOYPAPNONKAV Ol TIEPLOCOTEPES
amd TG HeTafoAkEG Stadikaoieg oL amattovvTal yia T BloovvOeon evSlaApecwY
uetafoltwv (mpoidvta G peTaPoAlkng Siepyaciag), evw avamtLuxOnKav
Bloymuikeg Kal YEVETIKEG UEBOSOL YIa TNV aAvayvwpLoT Kol TOV XOUPAKTNPLOUO TwV
VOOV TIOV EUTIAEKOVTAL O€ AVTEG TIG Sladikaoieg.

[Ipog avty ™V katevBuvon, evw oL petpnoels tov DNA mpoetoipalav to
E80(POG Yl TNV ATTOOA@PNVIOT ONUAVTIK®OV UNXOVIOUWV OTN YEVETLKI] ONUEPQ, OL
Broxnuikés ueréteg mov apyioav 1o 1950 kat Bacilovtav OTIS TEXVIKEG LKAVOTNTES VA
Snuovpyove LooTOTIA KOl BLOAOYLKA popLo
TIPOETOHAGAV TO £5A(POG Yl TNV AVaKAALYT)
TWV BACIKOV UNXAVIOU®V TIOU EUTIAEKOVTOL
otn pLOULON TWV HETABOAIKWVY SLASIKACLWV.
[Ipaypat, ovTéG oL UeEAETEG Oploav TN Base pairs (D
BloovvOetikn petaBoAikn Stadikacio ylo v ‘ '
QVATITUEN TWV  HOKPOUOPLwY, OTwS oL

—)

TPWTEIVEG KAl TO VOUKAEIKG o0&fa, Kol e
odnynoav otnv avakGAvym  oNUOVTIK®OV
HXQVIORGOY -y ™ pu?utcm Tou Sugar phosphate
HETABOALOHOY, OTwG 1 puBuon NG
SpaotnploTTag  TwWvV  evlOpwv Ao
TPOTIOTIO|OELS TWV TIPWTEIVV.

[Tap’ 6Aa autd, 1 TPOOSOG OXETIKA UE
™V PloobvBeon pakpopopiowv avepeve v Ewova 1. To povtédo Tov DNA katd
EMOMEVT]  ONUAVTIK]  QVOKAAUYT, TNV Watson kat Crick

TepLypa@ ¢ Soung ¢ €Akag tou DNA

atd toug James Watson kat Francis Crick o 1955 (Ew. 1). ‘Etol, cOp@wva pe autiv
™mMv véa avakaAvym, eixav ypryopa amooca@nviotel ot Pacikol pnyaviopol
avamapaywyns tov DNA, ovvBeong Twv TPWTEIVWY, EKQPAONS TWV YOVISIWV Kot
oLVSLVAGHOV TOV YEVETIKOU VALKOV.



Kata v Sidpkela autig TG LETABATIKNG TTEPLOSOV, OL YEVETIOTEG ATIO OO
TOV KOGO XPNOLUOTIOLOVGAV TIANPO@POPIES amd BLOXMULOTESG, WOTE VA AVATITUEOUY
OUOTNHATA HOVTEAWYV, OTIWG BAKTNPLA, POKNTEG KAL TIOVTIKIA YO YEVETIKEG HEAETEG.

. r H Bepedimon Twv Baokwv unyaviopuwyv péow
TwV OTolwv 0l  YOVISLOKEG  EKPPAOELS
TPAYLATOTOLOVVTAL HECW TWV TPWTEIVWOV
€ywe amo tovug F. Jacob kat J. Monod 1o 1961.
. Avt| 1 tp6odog Ntav Paclopévn oe PEAETES
# Tov eiyav mponynOel, wote va kaboplotel
yati Ta kuttapa tov Baktnpiov E. Coli mov
NTav poAuvopéva amo évav Baktnplo@ayo
B mopipsvav ampooBAnTa amd TV emakdAovdn
“ uorvvon. Avtég oL AVOKOAVPELG
kaBodnyoVpeves amd tov Daniel Nathans kat
Hamilton Smith oénynoav otv avakaivym
VEWV TUTIWV eVIUUWV LKAVWOV Vo KOBouv Kot
va cuvdéovv DNA o€ Tteploxeg ouykekpLuévng aAAndovyiag. ‘Eywve ypnyopa yvwoto
OTL autd Ta &vivua pmopoloAV Vo XPNOLUOTOIMO0UV WOTE VA KATAOKEVAGOUV
emavaovvdeopeva popia DNA mov cuvBétovtav amd oelpég DNA amd Sta@opetikog
opyaviopoVLs. MoAw to 1972, o Paul Berg kat ot cuvd8eA@ol TOV OTO TIAVETIGTNLLO
touv Stanford avémtuviav évav (wiko 16, tov SV40 (Ew. 2), o omoiog mapéxel
Baktnplo@aya yovidia yia v elofoAr Eévov DNA ota kOTtapa tov Baktnpiov E.
Coli. Ot péBodot kKAwvotoinong kat Ekppaons EEvwy yovidiwv oto E. Coli ouveyilouv
va BeATidvovTar PEXPL OHEPQ [ smes
KaBwg TpoOKeLTAl yia OepeAwSELS '

TEYVIKEG TAVW  OTI(  OTO(ES

Baoiovtal oL yoviSlaKEG UEAETEG
Kal  oAOKANpn 1N Bopmyavia
Bloteyvoloyiag.

H ovyxpovn wotopia Ttwv
genomics £xeL xapaktnplotel amo
TIG TEXVOAOYLKEG TTPOOSouG. Ot Lo
ONUAVTIKEG a0 OaUTEG NTAV Ol
uebododloyieg ™¢  AVOWTNAG
avTidpaong TIOAVUEPLO POV
(Polymerase Chain Reaction -
PCR) KoL QUTOUATOTIOMONG
O('ITOU')'IT(DO'T‘IQ m™m¢ O(MT]}\OUX[(XC TOV Ewova 3. Ev8ewktikd anotéAeopa DNA Sequencing
DNA (DNA sequencing - Ew. 3). Mg
TG peB68oug PCR €yve ekt 1) TpooONkn TocotTwv DNA amd pKpEG TOCOTNTES
apPXLKOU YEVETIKOU LAKoU. Ot péBodol DNA sequencing €yxouvv BeAtiwbel onpepaq,
WOoTE 0AOKAN PN 1 oepd DNA evog pikpoflakol yoviSIWUATOS IOV TEPLEXEL TTIOAAL
ekaToppvpla {evyn PBacewv va pmopel va epunvevtel o Alydtepa amo LA
eBSopada.

MoAig To 1984, nikpd yoviSlwpata atmd TOAAG piKpofLla Kat BakTnplo@ayous
elxyav No1 yaptoypaenBel kol pepkws amokpumtoypaendel. Iap’ 6Aa avtd, n

Ewova 2. 0 16¢ SV40

sivees Lk : , aieeii
Comment: Corresponds to bases 282-661 of PstI site Operstor: Maria Version: 2. 39C




oVYXPOVT ETIOXN TwV genomics apyloe emionpa to 1986 oe éva SleBvég ouvédpLo
otnv Santa Fe tou New Mexico tov ypageiov Yyiewns kot [lepiBarrovTikwy
Epevvwv Tou Apeplkavikol TUNUATOG EVEPYELAG. XE QUTH T OULVAVTNHON,
ekOnNAwOnke emionua 1 emBupia vAomoimong &vOg TPOYPAUUATOS YlA TNV
AmOTUTIWON TOU AVOPWTILVOU YOVISLWUATOS OO SLHKEKPLUEVOUS ETILOTILOVES
TAYKOO WG,

'Etol, To 1988, exmovOnke pia peAétn amo 1o Zuufovio AleBvwv Medetwv
ue titAo «Xaptoypapnon kat Tavtomoinon tov AvOpwtivou IoviSIOUATOG» UE TIS
HITIA va eyyvwvtat v evioyvon tov mpoypaupatos. Tov 8o xpovo, 6pubnkav
Tplat YOVISLWUATIKG EPEVVNTIKA KEVTPA OTA €OVIKA epyaoTtnpla Twv Lawrence
Berkeley, Lawrence Livermore kat Los Alamos. Tnv (Sia mepiodo, umd tnv Stevbuvon
tov James Wyngaarden, to EOvik6 Ivotitovto Yyelag (8puvoe to ypapeio
YOVISIWUATIKWVY €PELVWY, TO oToio To 1989 petatpammke oe EOvikd Kévtpo
Epevvwv AvBpwmivouv Tovidiwpatog. Ta emoueva Séka xpovia mapatnpnOnke

UEYAAN TP60S0g Kol
TEXVOAOYLKY] QVATITUEN  OTIG AAAAAAA
neb68oug Tou DNA sequencing.
AvuTég oL Teyvodoyieg odnynoav 200 ng MANA
otnv vAomoinon oxediwv ya l

r 4 7 Heat fragmentation (50 to 2,000
HETPMOM USYOO\T]C KNHO(KOLC —_ ———— nucleotides in size)
DNA o0& TmoAAG OSnuodowx =
EPEVVNTIKA LVOTITOUTA AVA TOV l

/4 4 : 4
KOO—!J-O' omwg 1o ,Whltehead S_W  First-strand cDNA synthesis with
Institute oTtn BOGT(A)VT] KoL TO 3 / 5 3 reverse transcriptase enzyme

. Fragmented mRNA
Sanger Centre oto Cambridge. P-Ny -primer
To 1991, o Craig Venter Fires-ATaIEDNA
oto EBvikd Ivotitouto Yyeiag R i |
avETTUEE  €vav  TPOTO VO dscDNA | ¢ (e Second-strand synthesis with
, , , with a 3" "% second-strand enzyme

Bplokel avBpwtva yovidia, 0 overhang l 5 |
OToLoG dev  amattovoe my P-sssssssnssassnannnannnannssansannans -A Blunt end/phosphorylation and
uérpn on 0}\(')}0\“ pou TOUL the addition of overhanging A
O(VGp(J,.)T[ LVOU YOV L5 ld) LJ.O(TOC Enters the Rapid Library Prep Protocol l
Imnpixymke otV ektipnon otL Adaptor l Adaptor

4 / 0/ 11y | ==lssssssssssssssssssssssssnas GS FLX Titanium Emulsion PCR
uévo mepimov TOo 5% TOUL @ @—» shdissaliending
YOVIOLWUATOG ATOTEAE(TUL ATIO Final library
yoviSia tov ek@palovv mRNA, Ewéva 4. M£0080g tapaywyh cDNA
amapaitTo v ™mv

TAPACKELT] TIPWTEIVWV. OTOLASNTOTE XPOVIKY oTiyur], SnAadt, udévo éva HEPog Tou
kuttapitkol DNA eival evepyo. Avtd ta ekepalopeva tunpata tou DNA
petatpémovtal amo évlvua o€ popia mRNA. XpnoloTolwvTag oTn GUVEXELX éva
EvCLUHO  avTIOTPOENG avTlypa@nG, KUTTAplkd Tujuata mRNA pmopolv va
avtypa@ovv oe ovumAnpwupatiké DNA (cDNA) 6mwg @aivetar otv Ewk. 4.
YTOAOYIOTIKG TIPOYPAUUATH TIOU EVWVOUV OAANAOKOAAUTITOUEVA GKPX GELPWV TOU
mapamavw DNA pupmopolv va xpnowomowmbolv ®OTE vA CUVAPUOAOYOUV
ueyaAvtepes oelpég DNA petald Toug katl va Snuovpyovv HEYoAVTEPA TUUATA TTOV
UTTOPOUV VA AVTITTPOCWTEVOUV AKOUA KAl 0AOKATpo TO avBpwmivo yovidiwua. To



1992, o Venter aenoe to EOviko Ivatitouto Yyelag ywa va 18pvoel To IvetitoVTo v
TFoviSiwpatikég ‘Epevveg (The Institute for Genomic Research - TIGR).

Méypt o 1995, egpevvntég o€ Snuoola Kol WSLWTIKA voTitovTa Eiyav
amopovwoel Tavw amd 170.000 tumpata cDNA, Ta omoia xpnopomomOnkay yia v
AVAYVWPLOTOUV TEPLOCOTEPA ATO TA UWOA (Twv Emerta ekTpwpevov 20.000-
30.000) yovidiax Tov avBpwTivov YoviSLOUATOG.

To 1998, to mpoypaupa Amokwdikomoinons AvBpwmivov ToviSiwpatog
(Human Genome Program) avakoivwoe €va TAGVO, WOTE VA CUUTIANPwOEl M
aAAnAovyxia tov avBpwmivov yoviStwpatos péxpt to 2003, v 507 emételo
meptypa@ns tov DNA amd toug Watson kat Crick. Ot otd)oL ToU TPOYypPAUUATOS
nrav:

e va emtevybel wa kaAvym ™m¢ taéng tov 90% ToL YoVISLWUATOS OE éva
ox€610 mov BactléTav 0€ XAPTOYPAPNUEVOUS KAWVOUS UEXPL TO TEAOG TOU

2001

® va &yxeL oAokANpwOei To 1/3 ¢ aAAnAovxiag Tov avOp®TLVOL YOVISIOUATOS
UExpL To TéAog Tov 2001

® va £xel 0AoKANPpwOEl To avOBpwTLvo YoviSiwpa péxpt To TéAog Tov 2003

® va kataoTel N aAAnAovyia DNA OAOK}\npwtuca KoL s?\svespa T[pOGl‘ET]

2116 26 lIovviov Tov 2000, o TpdESPOG
Clinton ovvavtnoe tov Francis Collins,
StevBuvt) tov Human Genome Program
kot tov Craig Venter, 8tevBuvtn tov Celera
Genomics yLa va TOU aVaKOLVWOooUV OTL Kot
oL 8Yo pali elyav ocvumAnpwpéva oxedila
TOU avBPWTIVOU YOVISIWUATOG, HOALS Suo
XPOVLA HETA TNV EVapPEn TOV TIPOYPAUUATOG.
Avtd ta oxédla dnpoociednKay o€ E18IKA
TEVXN TOU ETIOTNUOVIKOU  TEPLOSIKOV
«Science and Nature» (Ew. 5) oTig apxég
Tov 2001 kot 6An 1 oepd elval Slabéaiun
oto EOvikd6 Kévtpo Bloteyvoloykwv
[IAnpowopwwv  (National Center for
Biotechnology Information - NCBI).

EmumpooOeta, ol Bacelg dedopévwv
Touv NCBI mepiéyouv oAOKANPWUEVES 1) VTIO
eCEAEN  YoVISIWPATIKEG aAAnAovyies yia BE LSRR
6éka  Archaea, 151 Pakt)pia kot 8 Ewova 5. To 1otoptkd TpwtoséAdo tov
SUK'.O(plu)‘ELKOII)Q opyav lG|.101')§ mepLodikov "Science and Nature”
ouuTEPAUBAVOUEVWY  TWV  TIHPACITWYV
Leishmania major kat Plasmodium falciparum, touv okouvAnkio) Caenorhabditis
elegans, Touv puknta Saccharomyces cerensiae, ¢ poyag Drosophila melanogaster,
Tou TovTikloL Mus musculus kat Tov @utov Arabidopsis thaliana. [ToAAég emiong
YOVISLWUATIKEG aAAnAovyies elval vTO emefepyacia oe SNUOCIX KOl LOIWTIKA
EPEVVNTIKA €PYACTNPLY, OL 0ToleG Sev elval akoun Slabeoiues oe dnuooies Baoelg
dedopévwv. Avapévetal, OUwG, OTL 1 ATOKTNON SESOUEVWV VEWVY YOVISIWUATIKWY




aAAnAovxlwv Ba cuveyicel va emitayVvetal AvTth 1 ekBeTikny avinon Sedopévwy
amd oAAnAovyiec DNA é£xet wBnoel oto va avamtuxbolv TexvoAoyieg kot
UTIOAOYLOTIKEG HEBOBOL, WOTE va XPNOLUOTOLOVVTAL QUTEG OL TIAPOQPOPIES Kol va
ueAetwvtal flodoyikd TpofArpata VPMAoD MITESOV TTOAVTIAOKO TN TAG.

2. X0yxpovn 0£61) TV YOVISLOUATIK®V TEXYVOAOYLWV

2.1 Baokn dtadikacia DNA Sequencing

Ye Oepedwndeg emimedo, 1 HETPNON TOV YOVISLWUATOS ATOTEAEITAL Ao éva
HWKpO aploud Boxnuikwv Pnuatwv. H mpokAnon mov tibetal eival n eme€epyaoia
TOU TEPAOTIOV APLOUOV TWV HOPLAKA KWOIKOTOMUEVWY TIANPo@opLwVv. ‘'OAES oL
mpoopateg pébodol pétpnong touv DNA ouvbuvalouv YMUIKE, HNYAVIKA Kol
TANPOPOPLOKA VTIocVoTNUATH o€ Babud mov dev €xel ovufel oto TapeAbov, pe
OKOTIO VA SLOYELPLOTOVV TA TEPAGTIA TTOGK TTANpo@oplwV (Elk. 6).

Chemistry Engineering Computation

amplification fluidics image analysis
sequencdng reactions opto-mechanical sequence alignment

Ewcova 6. AAMNAETiSpaon EMPEPOUG UTTOGVGTNUATWV

H pétpnomn g aAAnAovyiag tov DNA (DNA sequencing), mov kaBopilel tnv
Suatadn Twv 4 yevetikwv Baoewv (A, T, C kat G) o pia deSopévn aAvoida tov DNA
omnpiletal ota 4 TapakaTw Prpata:

1. Fragmentation: XMAGIHO TOU YOVISIWUATOG O€ MKPOTEPA Olaxelploua
Setypata, ouvnBws Alywv ekatovtadwyv (evywv Bacewv.

2. Isolation: AMym Twv SelyUATwV KATA TETOWO TPOTO WOTE va Slatnpovv
SLaKPLTA TA ONUATA TA OTIO(A TTAPOVCLALOLV.

3. Amplification: Tlap’ 6A0 OV KATIOLEG TEXVIKEG TTAPAAEITTIOUV AUTO TO BrUa, TA
TEPLOCOTEPA CUOTNUATA EQAPUOIOVV KATIOLXG HOPPNG EVIOYLON, WOTE VA
AUENOCOVV TO OGN KAL TNV aKPIBELX TWV LETPTCEWV.

4. Readout: Metatpom Twv BAcn TPog BACT YEVETIKWV TIANPOQPOPLWV OF UL
Hop@1 Tov umopel va Stafactel amo unyavr (cuvOwWG o€ OTITIKO oNU).
[ap’ 6Ao Tov to Tedio Twv genomics €xel avantuyBel Ta TeEAevTAlO XPOVIX

TEPAAUPAVOVTAG LK YKAUX GUOTNUATWY UETPNONG TIOU SEV Xpnopuomolovy ta 4
fruaTa OV TAPOVCLAGTNKAVY, 1| GUVTPLTITIKN TAELOYM@id TWV TAATQOPUWY TIOV
xpnowomoloVvtal otnpilovtal ota mapamavw 4 Bruata.

O Ilumina Genome Analyzer kat ta Hiseq systems eivat mapadetypata
Bloynuikwy epyactwv Tov XPNOLUOTIOVY Ta 4 Bruata TOoU TAPOUCLAGTHKAV
Tapamavw. Apxikd, éva Selypa DNA tepoyiletal o€ (WKPOTEPA TUNUATA, UKOUG
mepimov 400 Cevywv BAoewv Kol OALYOVOUKAEOTIOIA (WIKPOU UNKOUG VOUKAEIKA
0&éa) YvwotnG aAAnAovyiag TIPOOCKOAAWVTAL OTA AKPA. AUTOl oL TIPOGKOAANUEVOL
TPOOAPUOYEIG AelTOUPYOUV WG «AaBéc» yia kdbe Selypa, emitpémovrag nv



Slaxeiplon Twv avtidpdoewv. Oa Aéyape TwS TAyLSeoUV KATA pLa Evvola To Selypa
0TO KUTTAPO PONG KL GTN CUVEXELX TO EAELOEPWVOLV.

'ETtelta, to Selypua eloayetal o€ éva KOTTAPO PONG, TO OTolo TEPLEXEL éva
«TATINTO» ATO OALYOVOUKAEOTISI Tar oTtolar B ouvSeBoUV pE TOUG TIPOCAPUOYELS
OV TEPLYPAPNKAV TIHPATAV®W OTA Koppdtia tou DNA. To okemtikd eivatr va
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Ewova 7. 0 Tdmntag and oAtyovoukAeoTiSiax 6ov §évovtat oL ahvoideg

TPOOKOAAGTaL pa oaAvceida DNA oe pia
OoUYKekpLUEVT) B€om  oAlyovoukAeoTiSiov,
VAOTIOLWVTAG WPE QUTOV TOV TPOTO TO 2°
Brua tou isolation (Ew. 7).

Kabe koppdtt tov DNA evioxvetal
oTnv ovvéxela e tn Ponbela s aAAVoWTNG
avtidpaong moAvpeplopov (PCR) upéxpig
O0TOV KaBe amAd KOuuATL va e€eAiocoeTal o€
woa  opada  (cluster) amd  xALGdeg
TOVTOOTUA AVTIYPA@PA TNG CUYKEKPLUEVNG
aAAndovyias (Ew. 8). Tedlwkd, éva amAd
KOTTOPO PONG  TEPLEXEL EKATOVTASES
EKATOUPVPL  QVEEAPTHTWYV  TETOLWV Emé"“s'Oudsszg";\:gvfd‘;’:“"““VﬁYp“‘p“
opadwv. TIlap’ O6Ao Tov Twpa elvat o
UOKPUTEPEG ATO  TIC OPXIKEG  OTIAEG




QAVGISEG, Ol OUASEG TTAPAUEVOLV QKIVITEG KAL (PUOLKA EEXWPLOTEG 1) WA OO TNV
aAAN, kablotwvtag £€Ttol SuvaTh TNV OTTIKY SLAKPLOT) TOUG KATA To Prpa Tng

avAyvwong.

Ewdva 9. H Suadikacia Stadoxikng mpoodNKNG VOUuKAEOTISiwV

ITN OULVEXELWR, T YEVETIKN] QAVCISH UETATPEMETAL O €va OTMTIKO ONUA
OLVOETOVTAG UK CUUTIANPWUATIKY acAvoiSa. [Tlo avaAvTIKd, KaTtd TV Sldpkela Kabe
KUKAOU avAayvwong pag Baong, mpootifevtal 6To KUTTAPO POTNG VOUKAEOTISLH

TECOAPWV  SLAPOPETIKWV  XPWUATWV
(avtiotoxa twv Bacewv A, T, G, C). To
OUUTIANPWUATIKO  VOUKAEOTISI0  Tov
avtiotolxel otnv emodpevn Oéomn Paong
EVOWUATOVETAL KAl TO OA0 KUTTOAPO
amEKOVI(ETAL, HE TO XPWUHX TNG Ka&Oe
opadag (cluster) va vmodnAwvel Tolo
aKpLBWS  VOUKAEOTISIO evowpaTtwONKe
OTN] OUYKEKPLUEV] OUHAda KOTA TOV
TpéXovTa KUKAO. [Ipémel va onuelwOel otL
KAOE EVOWUATWUEVO VOUKAEOTIOIO £XEL
éva TEPUATIKO, TOo omolo eumodifel v
EVOWUATWOT EMOUEVWY VOUKAEOTISwV.
Ito TéloG kabe KUKAOU TO TEPUATIKO
Staywpiletal amod To VOUKAEOTISI0, WOTE
va Eekvnoel évag véog kUkAog (Ewk. 9).
Avt M Sadikaoia

100+ Million Clusters
Per Flow Cell

- ‘..

Ewova 10. Ev8slkTikn £lkOva Tou pwoaikov
XPWUATWV TOV oXNUati{eTtal anod Ta clusters

EMAVAAAUBAVETAL EKATOVTASES (POPES, WOTE va Stafacovpe pla amAn oelpa DNA. H
ElKOVa oV Aapfavouue oe kGbe emavalaufavopevo KUkAo gival éva pwoalko 4
XPWUATWY, OTIOV KAOE YPWUATIKI] KOUKISX aQVTIOTOLEL OTO XPWUA TIOV EKTIEUTIEL 1)
kabe opdda (cluster) avaAoya pe TO TLO TIPOCPATA EVOWUATWUEVO VOUKAEOTISIO.



[Tapodo OV oL OpASES elval TUXXIA KATAVEUNUEVEG OTO KUTTAPO PONG, AOYw TG
oTtaBepn G TOVG BEONG HaG ETILTPETOVY VA aKoAovOT)cou e TNV PGS0 KABE piag ato
kUKAo o€ kUkAo (Ew. 10).

H mapamavw Swadikacia yivetal péxplg 6tov kabe opdda va Stafactel 100
ue 150 @opég. Ava@époupe OTL 1) GUVOALKT TTOGOTNTA TIAT|POYOPLWOV TIOV UTIOPEL va
oUVAAgXOel amd éva povadilkd KUTTapo pong eival avaioyn HE Tov aplOud twv
OUAS®WV Kol TO UNKOG KABE opadag, TAPAYOVTEG IOV ATIOTEAOVV 6TOXOVS BEATIWONG
TWV VEWV TEXVOAOYLWV.

2.2 JUoyYETion NG YOVISIWUATIKYG avaAvang UE TOV VOUO Tov Moore

TOppwva pe TO voOpo Touv Moore, o aplOuos Ttwv Tpaviiotop ava
oAokAnpwuévo kKUKAwpa Ba SumAactdletal kabe 18 pe 24 pNves, UELWVOVTOG
OUVETIWG TO KOOTOG ava Tpaviiotop. Avtiotolya, T0 KOOTOG péETpnong tov DNA
TAPOVOLALEL Pl TIPOpOLX EKOETIKT) PElWOT), AAAG PUE akOUN TaxVTEPO PLOUD, OTIWG
@aivetal kat oto Staypauua (Ewk. 11).

100,000

10,000

1,000

100

equenang cost

1 L} L] T ) L\l T T L L T ) 1

1999 2000 2001 2002 2003 2004 2005 2006 2007 2008 2009 2010

Ewova 11. llopeia Tov kdoTovg Tov DNA Sequencing kat 60ykpLemn Le TOV vopo Tov Moore

O BaokdTEPOL AGYOL Yl TOUG 0TIO{0UG CUPPAIVEL AUTO Elval OL TIAPAKATW:

e &V Ta TPpAVIioTOP EXOLV LK TTUKVOTNTA, 1] OTtolo TIPOOPIlETUL VIO TIEPALTEPW
BeAtiwoels oto SiSactato footprint tov chip (emuwpavela), n TLKVOTHTA
uétpnong tov DNA pmopel va avénbel kal katda pla tpitn didkotaon, n omoia
elval To UNKOG avVAyvwonG.

e TpbdodoL 0N XNUElX €YOoUV WG ATOTEAECUN TNV avEnon TG akpifelag, Tov
UNKOUG aVAYV®WOTG KAL TN LEIWOT TOV XPOVOU TWV KUKAWV.

e aVEAVOVTAG TAVTOXPOVA TNV TEEPLOXT] TOU KUTTAPOU POT|G KL TNG TTUKVOTITAS
Twv clusters, TeTuYalvOLIE AVENGT TOU GUVOALKOV ApPLOUOV AUTWV.
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® TH UNYAVIKA VTIOCUOTHUATA £XOUV SITAACLACEL TIS TIPOSLAYPAPEG TOUG
XPNOLUOTIOLWVTAG TAVTOXPOVA KL TNV KOPUEPY] KAL TOV TATO TOU KUTTAPOU
por.

® 0 OUVOAIKOG XPOVOG HELWVETOL XPNOLUOTIOIWVTAG TAXVTEPEG XTULKEG
uebodovg, pevoTounyavikéG peBOSOVG, TAXUTEPO OTTIKO OKAVAPLOUX KOL
TaXVTEPOUG aAyopiOoug yia Ty emelepyacia TG ELKOVAS.

2.3 Next Generation Sequencing (NGS)
2.3.1 Eméktaon TG vmapyovoas TEYVoAoylag

Me Vv Bonbelx peb68wv Baciopévwv otn pueBodo tou Sanger (M TPWTN
Baowkr pebodog pétpnong tov DNA), 666nke 11 SUVATOTNTA GTOUG EMIOTNUOVEG VA
amooa@NVI(OVV YEVETIKEG TTANPO@OPIEG aTtd oTolodNTIoTE BLOAOYIKO cUG TN AuTh
N Texvoloyia, OuwG, elxe Tmeploplopovs oto uéyebog touv DNA, ommv taydtnta
UETPNONG KAL GTNV AVAAVOT) TIANPO@POPLOV TIOV XPELALOVTAV OL ETLOTILOVES YLO TOV
Topéa NG UEAETNG TovG. Ta va EemepaocTovv AQUTA Ta EUTOSIA NTAV avaykaia 1
gvpeon pla eviedws véag texvoAoyilag. Ou Next Generation Sequencing (NGS)
Texvoloyieg, néBodol OV TPOTEIVOUV ULX EVTEAWS SLPOPETIKY TIPOCEYYLON OTN
uétpnon tov DNA, éxouv TPoKaAEoEL VEEG AVAKOAVWELS TIOU ETEPEPAV [ULX LEYAAT
ETMAVACTAOT] TN YOVISLWUATIKY) ETLOTH .

H 16¢éa miow amo tig NGS eival mapopola pe tmv facikn texvoloyia pétpnong
tov DNA, 6mov ot Bdaoelg evog pikpoy tunuatos DNA avayvwpilovtal omo
EKTIEUTIOUEVA ONUATA, KaBwG KGBe Tupa emavacuvtifetal pe Bdon pia apyikn
aAlvoiSa-mtpotumo. Ot NGS emekteivouv auTr Tn SuvaTOTNTA UE EKATOUUVUPLA
avtidpacels, eite autég meplopilovtal o€ éva povadlkd €lte o€ TEPLOGOTEPA
Setypata DNA. Avutiy n €€éAEn kablotd kavyy v ypnyopn UETPNON UEYAAWYV
aAAnAovyiwv DNA péxpt kat oAdkAnpov yoviSiwuatos. Eveiktikd avapépovpe 0Tl
Ta TeAevtala epyaldsia elval Kavad va THPAYOUV E€KATOVTASELS giga-facelg
(gigabases - Gb) dedopévwv pe éva kat povadikd tpé€po. ‘Etol, evw to 2007 éva
amAo TpEELuo umopoVoe va Tapdayel pexpL kat éva Gb deSopévwy, to 2011 pe éva
amAo Tpé€po mapayotav yupw oto éva Terabase (Tb) deSopévwv, dnAadny 1000
@OpEG TTEPLoCOTEPQ SeSopéva. Me TOV TPOTIO QUTO, OL EPEVVITES LTTOPOVV VA TTAPOLV
uLor OAOKAN P opaSa SeSopévwy HEoH 0€ ALYEG WPEG 1) LEPES, WOTE VA eival SuvaTi 1)
UETPNON TEPLOCOTEPWV ATIO 5 avBpWTIVWV YOVISIwUATWY péoca o€ pla gfSouada
Kol pHe k60ToG Atyotepo twv 5000$ avd yoviSiwua. Kavovtag pwa ovykplomn, To
TPWTO avOpwmivo yoviSiwpa mpe oxedov 10 xpovia va petpndel kat emimAéov
GAAa Tplo XpOVIX VO TEAELWOELT) AVAAVON).

[Tapakdtw ova@EéPovial GUVOTITIKG KAToleG péBodol Tov evtdcoovTtal
vevikotepa otig NGS uebddoug:

e Polony sequencing: H pé6odog autr avamtuxnke anod tov epguvntr George
Church xat xpnowomombnke to 2005 ylwr TV ATOKPUTITOYPAPNON €VOG
yoviSiov touv Baktnpiov E.Coli.

e [llumina sequencing: H né6odog avantooetal ano v etapia [llumina, evw
N avayvwon Twv Bacewv YIVETAL HE OTTIKN KATAYPAPN] KAl Xprion
@BopLl{ovowV OLCLWV.
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e SOLID sequencing: H né6odog avnkel otnv etaipia ‘Life Technologies’, eivat
VPN axpiBelag kot 0L WSLaitepa akpLPn.

e DNA nanoball sequencing: H pébodog oavamtoyxbnke amdé v etapio
‘Complete Genomics’ Kol XPNOLUOTOLEITAL Yl TNV QATOKPUTTOYPAENON
0AOKAN POV TOU YOVISIWUATOG €VOG opyaviopov. TIpokettal yia pébodo oyt
WSlaitepa vPmAng axkpifelag.

e Helioscope single molecule sequencing: H péBodog Tpaypatomolel
xaptoypagnon evog popiov DNA ywpic va mpayuatotolel evioyvorn tov
Setypatog.

e Nanopore DNA sequencing: H pé6odog aviikel otnyv etaipia ‘Oxford Nanopore
Technologies’ kat elval akoun o€ MEPAUATIKO 0TASI0. ZVPHEWVA HE QUTH,
kabwsg éva popo DNA mepvd amd tov ToOpo, kaBe Bdaon petafaiiel
SLA@OPETIKA TNV €VTOON TOU PEVUATOG. Me TNV HETPNON QUTWV TWV
uetafolwv Bplokovpe TN oelpd TwV BAGEWVY 6TO UOPLO.

2.3.2 Multiplexing
Kavovtag xprion twv texvoAoylwv NGS, évag epeuvntig umopel pe éva amio
TPEELUO KATA TN SLAPKELX EVOG ATIAOD TELPALATOS VA UETPNOEL HEYAAOUG apLlOpovg
Setypatwy, k&t mov ovopaletal multiplexing. 'Etol, pe tig NGS glattwvetat o
XPOvog Tapoyns OeSopévwv Yyl HEAETEG TOAAWV  SElYUATWVY. Ava@EPOUE
OLYKPLTIKA OTL pe Ti¢ NGS évag aplopog Setypdtwv umopel va petpnbel péoa oe
Alyeg wpes kal va avaAvBel TANPwG To TOAV o€ 2 HEPEG, KATL IOV TOAALOTEPA
amaltovoe TMoAAEG eBSouddes | unves. H Sadikacia auty TOPLOTAVETAL YPAPIKA
otmv Ew. 12.
DNA Fragments
Sequencing Reads
- Reference Genome

Sample 1 Barcode
Sample 2 Barcode

A B C D

(

RN 0

A. Two representative DNA fragments from two unique samples, each attached to a specific barcode sequence that identifies the sample
from which it originated.

B. Libraries for each sample are pooled and sequenced in parallel. Each new read contains both the fragment sequence and its sample-

identifying barcode.

Barcode sequences are used to de-multiplex, or differentiate reads from each sample.

Each set of reads is aligned to the reference sequence.

o0

Ewova 12. H Stadwkacia tov multiplexing
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2.3.3 PvOutlouevn avaivon

OL NGS mapéyouvv oe peydro Babuod sveAlia tov emméSov avaAvong Tov
amalteital og éva dedopévo meipapa. ‘Eva tpé€Lpo umopel va mpooaplooTel woTe va
TAPAYEL TIEPLOGOTEPA 1) AlyOoTEPA SeSOUEVA, Vo (OVUAPEL e VPYNAT] AVAAVGT) O pLa
OUYKEKPLUEVT] TIEPLOXT] TOU YOVISLWUATOG 1) VA TAPEXEL UEYAAVTEPT ELKOVA UE
XaunAotepn avaivon. I'a va mpooapudoel To emimedo TG avdAvong mov BEAEL o
gpeLVNTNG Umopel va puBuicel To overlap TOUL ATALTEITAL YA £VX GUYKEKPLUEVO
meipapa. O 0pog overlap ava@épetal otov aplOud TwV AVAYVOOEWV YL TNV
uétpnon kabe Baong mov mephapfavel éva deiypa DNA. T mapadetypa, pa 30x
coverage onuaivel 6TL kaBe Baon oto yoviSiwpa koaAvTTeTal amd 30 PETPNTIKES
AVAYVWOELS KATA HEGO OPO.

H wavomta va puvBuilovpe gOkodla to emimedo avdAvong kat overlap
TPOCPEPEL EVaV APLOUO TAEOVEKTNUATWY KATA TOV TEPAUATIKO oxeSiaouod. Ta
TAPASELY LA, OE KAPKIVIKEG EPEVVEG, CWUATIKEG HETAAAGEELG UTTOPEL VA UTIAPYOVV OE
Eva LKPO PEPOG TWV KUTTAPWVY 0€ éva Sedopévo Selypa LoTov. XpNoLUoTOoLWVTS
QVAUEULYEVA KUTTAPLKA Selypata, 1) teploxn Touv DNA movu €xel vmootel petaAlain
TPEMEL va yaptoypa@nBel oe vymAa emimeda overlap (myx 1000x), wote va
aVIXVEVCEL AUTEG TIG XUUNANG CUXVOTNTOG UETAAAGEELS OTOV KUTTAPLKO TANOLGLO.
[Tapodo mov auty 1 avaivon eivat Suvvaty pe v PBaocikn texvoAoyia DNA
sequencing, To k00otog TG Ba avfave vmepPoiikd pe kabe mpdobetn avayvwon,
KAOLoTWVTAG TETOLOV E(S0VG TIELPAUATH ATIAYOPEVTIKA aKPLBA.

ATé ™V AAAn pepld, évag epevvnTng umopel va emBupel yaumAotepov
emméSov overlap yla plx e@apuoyn, OMwS eivat 1 avakdAvPm yoviSlakwyv
UETABANTWY. L€ QUTN TNV TEPIMTWON ATALTEITAL HETPNON XAUNAOTEPNG AVAAVONG
aA\a  emefepyacia PEYAAUTEPOL aplOUoOV SEYUATWY, WOTE VA OTOKTI|OOVUE
UEYQAAVTEPT) OTATIOTIKY LoYV YIA TOV CUYKEKPLUEVO TTANOUG O IOV EVOLAPEPOUATTE.

2.3.4 Amepioptotn Suvautkn euPersia

H ymeakn @Vomn twv NGS vtootnpilel pla ameploplotn Suvapikn epPérelq,
TapEXovtag moAV VPmMAN evaloOnoia yia éva HeEYaAo aplbud e@apuoywy, OTwS 1
avaAvon ¢ yovidiakns ék@paons. ‘Etol, pe tig NGS ot epguvntég pumopolv va
EKTLUM OOV TNV Spactnplotnta Tov RNA o€ oAUy vPmAdTepn avdAvon o€ oxéon e
TIS Tapadoolakeg pefdSouG.

Me ™V KavOTTA Vo avaAVEL TNV YEVETIKY APXLTEKTOVIKY KAOE BLoAoYIKNG
OVTOTNTAG, 1 ETLOTNUOVIKN] KOWOTNTA XPNOLUOTOLEL QUTH] TNV EMLOTNUOVIKNY
TAQTPOPUA, WOTE VA AVATITUEEL Pl EVPEIX KAILAKA EQAPUOYWV TIOU EEKAELSWVOLV
TLAPQA TTIOAU ONUAVTIKES YOVISIWUATIKESG TIAN|POPOPLES.

2.3.5 Métpnon oAdkAnpov tov yovidtwuatog (Whole-Genome Sequencing)

MéypL mpoéo@ATA, N HETPNON OAOKANPOU TOU YOVISIWUATOG TNTAV L
TPAYUATIKY] UTEPTIPOOTAOela. AKOUN KAl Yl HIKPOTEPA YOVISIOUATA UE
aAAnAokoAvTTopeva yovidia kat Alyes emavaAapufavOoUeveG TEPLOXES, 1) UETPMON
OAOKANPOU TOU YOVISIWUATOG XPNOLUOTOLWVTAS TNV Paoikny texvoloyia DNA
sequencing amaltoVOE UL ONUAVTIKT SEGUEVOT XPOVOU KoL TNywv. ['a Tapddetypa,
1 HETPMOM OA0L TOV YOVISLWUATOS TOV LoV vaccinia, pe éva peydo kat ouvOeto DNA,
amaitovoe oxedov 4000 avtibpacels 6mov kaBepld Sle€ayotav o€ Eexwplotod
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ocwAva. Xpnowpomowwvtas NGS texvoroyia, To (8o project cvpmepiapfavouévng
Kal TNG TPOoETOLaciag TG YeveTikng BLBAL0ONKNG puopel va oAokAnpwBOel o€ Alyeg
UOvo PEPEG.

H wavomta twv NGS TAAT@OPU®V va TApAYouv HEYAANG KAlpakag
Sdedopéva o€ PIKPO XPOVIKO SlaoTnua TIG KaBLoTd Eva onUavTiKo Suvaulkd epyaieio
Yyl LETPNOT OAOGKAPWV YOVISIWUATWY O€ EpyacTnplako meptaAiov. [Tapoio mov
ot NGS pébodol eival ouxva cLVOESEUEVEG E PETPNOELS UEYAAWY YOVISIWUATWY,
eBIKOTEPA aVOpPOTILVWY, 1] TEXVOAOYIA TOUG TI§ KaBloTA €miong XPNOLUES KAl Yl
UETPNOELS UKPWV YoviSlwpdtwy (T.x Bakmnpiwv 1 wv). ‘Etol, yia mapadeyua,
xpnowomolwvtag ta teAevtaic NGS ocvotiuata, ol gpeuvnTeG eival kavol va
Snuovpynoovv ypnyopa o VPMANG TOLOTNTAS ATTOTUTIWOT) TOU YOVISLWUATOS TOV
Baktnpiov E.Coli mapéyovtag tnv SuvaToOTNTA Yl ONUAVTIKEG AVAKAAVYELS 0TV
ETILOTNUOVIKT KOWVOTNTA.

2.3.6 Xtoxevuévn uétpnon yovidiwuartos (Targeted Sequencing)

Me TNV OTOXELUEVT) UETPNON UETPATAL UOVO HIX VTOOUASA yoviSiwv 1)
OPLOPEVEG TEPLOXEG O€ €va  YOVISIWHA, ETMITPEMOVTAG OTOUG EPELVNTEG VA
w@eAnBolyv oe xpovo, £Eoda kat amoBnkevon Oedopévwv Oe TEPLOXEG TOL
YOVISIWUATOG TIOV eVl @EpovTaL AUT 1 TTIPOGEYYLoTN GLVIOWS XPNOLUOTIOLEITL YIX
UETPNON TOAAWV ATOHWY, WOTE VA AVOKOAVYOUUE 1| VA ETIKUPWOOVUE KATOLX
YEVETIKY] StaopoToimon o€ éva mAnBuopud. H ikavotta va cuvduvalovpe Selypata
Kal va ammokToVpe vPmAov overlap pHETPNON KATA TN SLAPKELA EVOG HOVO TPESIUATOG
emtpémel ot NGS peBodouvg va TAUTOTIOLOUV OTAVIOTEPES HETAPANTEG TOL
xavovtal 1 eival oAU akpiéc va TauTomonBoUv XPNOLUOTIOLWVTAS TIG TEXVIKEG
Hétpnong mov Bacifovtal otnv mapadooiakn texvoroyia DNA Sequencing.

2.4 Tomot yoviStwuatikwv ouadwv 6e5ouévwv

[Tapodo Tov kGbe opada yeveTikwv dedopuévwy amo puovn g eivat vPmAng
TIEPLEKTIKOTNTAG OE TANPOPOPIEG, 0 OLVSLAGUOG TOUG TIPOOPEPEL EKTANKTIKES
TIPOOTITIKEG OTO VA OTAVTIOOUUE HAKPOXPOVIX EPWTNHUATA, OTWG TL €ival ol
AELTOVPYIKEG HETARANTEG VOGS YoviSiov, oV elval Ta pLOULOTIKG OTOLYElX KAl OE TL
Babud n SpacTnPLOTNTA TWV PLOULCTIKWY OTOLXEIWY CUVELGPEPEL OTNV EKONAWOT
acBevelwv. AkoAovBoUV oplopévol TUTIOL YOVISIWUATIKWY Opddwy §eSouévwy Tov
ava{nToVVTAL KAl XPNCLUOTIOLOVVTAL EVPEWS OTUEPQ.

2.4.1 Sequence variation data
A@opd TIG YEVETIKEG SLAPOPOTIOMOELS, OTIWG QUTEG €KOMAWVOVTAL OTNV
aAAnAovyia Twv TAPAYOUEVWY AULVOEEWY OE Ul TPWTEIV péow Tou DNA. O
ATOAVTOG GTOXOG TNG AVOPWTILVNG YEVETIKNG ElvVaL va XXPTOYPAPNOEL KAOE YEVETIKN
Slaopotmoimon kat va TNV ovvdécel pe évav  @awotuvmo. Ilpoéoata, Vo
TPOCEYYIOELS  XPNOLUOTIOLOVVTAL WOTE v TaglvounBolv oL YEVETIKES
Slapopomomoelg:
e SNP Genotyping Arrays: g SNP (Single Nucleotide Polymorphism) gvvoouue
TIG SLaPOPOTIOMOELS O€ €va POvo (eVyos Baoewv 6To yoviSiwpa evog eidoug,
Omw¢ @aivetal kat otnv Ewk. 13. A&ilel va onpeiwoovpe 6tL ta SNPs eivat to
TA£0V GUXVO €(80G YEVETIKWV SLAQOPOTIOMCEWY 6TO avBPWTIVO YoviSiwua,
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KaBwg £xouv aviyveuTel mavw amod 50 exatoppdpla SNP Katd Tnv peA€Tn Tov
avBpwTtivou yoviStwpatog. Amé v aAAn, wg SNP array evvoolpe pua
OUYKeKPLUEVT) oAAnAovyia PBdoewv DNA Touv XpnoUOTIOLEITAL WOTE
EPYACTNPLAKA VO AVLXVELOOUV TETOLEG YEVETIKEG SLAPOPOTION|OELG.

»

SNP

N
!

Ewdva 13. EEqynon twv SNPs

e Resequencing: Me Tnv xpnon autig Ttng HeEBOSov, YIVETAL OVOLAOTIKA
OUYKPLOT TOU YOVISLWUATOG EVOG 0PYAVIOUOU HE VA «TIPOTUTIO» YoviSiwua
attd To (810 €(60G YLa EVPEDT) YEVETIKWV SLOLQOPOTIOT|CEWV.

H pébodog mov agopa ta SNP Arrays elvat vymAoy KOOTOUG Kal €xEL
OUVUBAAAEL OTNV avayvwpLlon opddwv acBevelwy Tov cuvdéovtal pe yovidia. Ta
TeAevtala xpovia pe tig pebodovs NGS éxel pelwbel To k60TOG pETPNOoNG Tov DNA,
£TOL WOTE va elval EQIKTN 1] LETPNON AVOPWTIVWV YOVISLWUATWY GE UIKPO XPOVO
Kal pe Alyo k6o10g, Yeyovog ov Bonbd tpog avtn TV KatevBuvon).

2.4.2 Transcriptomic data

Me tov Tapamavw Opo evvoovue Ta Sedopéva Tov oxetilovtal pE TN
uetatpotr tov DNA oe RNA. ‘Etol, yia mapadetypa, pe tnv peA£Tn ¢ aAAnAovyiag
tou RNA pmopolpe va avayvwpioovpe Tuxov TPOWPOUE 1) UETAYEVEGTEPOUG
TEPUATIONOVG  TNG  oAAnAovyiag apwoééwv (short-reads 1 longer-reads),
OLUYXWVELOT YOVISiwV oV OXETI(OVTUL ONUAVTIKA UE TOV KAPKIVO, KABWG Kal VEES
Tagels aAAnAovxtwv RNA mov Sev amokwdikomolovvtal o€ mpwTelveg (non-coding
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RNAs - ncRNAs). Zmv Ew. 14 @aivovtal CUVOTITIKA Ol TOUEIS TNG HOPLAKNG

BloAoyiag TOU PLEAETOUV YEVIKOTEPA OA TO OTASLA TNG YEVETIKNG EKQPAOTG.

GENOMICS | TRANSCRIPTOMICS PROTEOMICS | METABOLOMICS
DNA mRNA Proteins Metabolites
£, %

9“@" G N “«—>

;\-%; Transcription @ Traduction \% Dinamic
e - interactions

= ’
Geneticinformation Metabolic pathways
Genotipe Fenotipe
Ewdéva 14. Genomics, Transcriptomics, Proteomics, Metabolomics
2.4.3 Epigenomic data

Apopa ta SedSopéva OV €YOUV VA KAVOUV WE TIG AEYOUEVEG ETILYEVETIKEG
TPOTOTIOMOELS, SNAadN TIG aAdayég mov ovpPaivouv oto DNA kat emupépouv
Ll00SVVAUEG TPOTIOTIOWOELS 0T Soun TWV TPWTEIVOV. YYnAwv Tpodiaypapwv
TEXVOAOYIEG LG ETILTPETOVV TAEOV VA XUPTOYPAPT)OCOVUE AUTEG TIG TPOTIOTIOWOELS
o€ éva yoviSiwua.

2.4.4 Interactome data

H perét twv alnAemibpacewv (1660 TwV @QUOIKOV 000 KAL TWV
AELTOVPYIKWV) QATOTEAOVV £€Va ONUAVTIKO E€MIMESO TANPOQOPLOY YlX KAOE
yoviSiwpa. Texvikés avaAvoels utopolVv MAEOV VA PG TIAPEXOUV YOVISLWUATIKESG
TANPO@OpPleG OXeTkA pe TNV  oAAnAemiSpaon DNA-mpwtelvwy, &vw 1
QTOKPUTITOYPAENON TOu amopovwpeévou RNA pag mapéxel tmv Suvatotnta va
avTiAn@Bovue TV aAAnTidpaon petady tov RNA kat twv mpwteivov. [Tapod’ autd,
N LEAETN AUTWV TWV CAANAETIOPACEWV ElVaL pLa EEALPETIKA PEYAAN TIPOKANOT). ZTIG
UEPES HOG, €XEL VAOTIOMOEl Ul TIPOKATAPKTIKY] UEAETN) O€ HUKNTEG QAAA OKOUT)
TIPETEL VA SLAVOGOVE HEYAAT ATTOCTACT YIX VA YIVEL KATL TETOLO 0€ ONAACTIKA.

EmumpooOeta, vyPnAng texvoloyiag péBodolL xpnoipomololivral ylad vo
UEAETNOOVUV YEVETIKEG Kol onNUaToSoTIKEG Stadikacies. [Na mapadetypa, péow g
HEAETNG aAAndouxwwv RNA, évag aplbuds yoviSiwv-kAelSlwv €xel ouvdebel e
PLOULOTIKEG SLASIKAGIEG OTIWG 1| LETACTACT KUL 1] ATIOTITWOT), YEYOVOTA TIOU £XOLV
PLEeL WG 0TOV TOUEN TNG KAPKLVIKTG BloAoyiag.
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2.5 Yvvepyaloueva mpoypauuata kat teyvoloyikn) avantuén

Ta emopeva xpovia, texvoAoyies 6Tws ot NGS Oa mapdyouvv pix HEYAAN
TOCOTNTA EMOTNHOVIKWV dedopuévwy. EEaitiag autov, 1 EMOTNUOVIKY KOWOTnTA
TPEMEL va PAgeL Yl avaAuTika epyadeia mov Ba avamtuxfolv TapdAAnAa pe v
UEYAANG KAlpakag mapaywyn Sedopévwy. ‘Etol, mpoypdppata 6mws to Roadmap
Epigenomics Project, to ENCODE Project xai to Cancer Genome Atlas €xouv wg
Baokd 6TOX0 TNV AVAALGT) KAl TOV GUVSVACUO SESOUEVWV.

Ymapyxel gl evpeia mokidia StaBéopwy TPooEYYIoEWY YOVISIWUATIKWDV
KALLAKWY, PE KATOLEG OO QUTEG va eival TAEOvAloUoEG 1 va ATAVTOUV OF
Staopetiko okomod. [N mapadetypa, yia v xaptoypagnon tov DNA methylation
(@awvopévov mov oxeTileTal TOCO pPE TNV KUTTAPLKN Sla@opotoinon Kol Tnv
AVATITUEN TWV KUTTAPWVY 060 KL PE TNV EUPAVIOT TWV TEPLCCOTEPWY HOPPWV
KApPKIvov) o€ HEYAAN KAlMaKa, KATOlEG Tpooeyyioel Omws 1 RRBS (Reduced
Representation Bisulphire Sequencing) kat n MeDIP-seq eivat @bnvotepeg aAAd
AlYOTEPO TIEPLEKTIKEG 0€ oxéom pe tnv methylation yaptoypa@non oAdkAnpov tou
yoviSiwpatog (MethylC-seq). To US National Institute of Health Epigenome
Roadmap Consortium €yet avaAdfel To ploKo HLAG GUYKPLTIKNG AQVAAVOTG, WOTE VA
Kabopioel KaTA TOG0 OULAAEYOVTOL ONUAVTIKEG TIANPOPOPIEG aTO SLAPOPES
TPOoEYYIoELS. ATIO auTOV TOU €(60VG TNV AVAALOT), 1] ETLOTNUOVIKI] KOWOTHTA Ba
Byel kepdlopevn kat Ba So0el Bonbela o€ OpASA HEAETNTWVY IOV EPEVVOVV TOV POAO
tou DNA methylation oe ToAA0UG aoOevVEl.

Kata mapoépolo tpodTo pe TV PETPNOTN TOU AVOPWTILVOU YOVISLWUATOG, OL
EMIOTNUOVEG €YoLV KWNOel Yyl TNV XApPTOYpA@nNomn TOU avOP®TILVOU ETiL-
YOVISIOUATOG Kol TNV Snuiovpyiot KATaAOYwv pHE To avOpTIva puOUOTIKA
otolxela, OMw¢g Tmeplypagnkav mapandvw. ‘Etol, to Epigenome Roadmap
Consortium avaAaufavel mpoomabeleg ocvvepyaoiag, ot omoieg opilovtal Ta
pLOULOTIKA oTolXela péoa amd melpapata. Avtd to mpoypapupa Ba Snulovpynoel
ETL-YOVISLWUATIKOUG XAPTEG Yl TEPLOOOTEPOVS amd 100 TUTOLG avOpwTIvwy
KUTTAPpWV péoa oTa emopeva xpovia. Ilapopoiwg, N xapToypa®nomn mMPWTEIVIKWY
TPOTIOTIOMOEWV 0€ avOpwmva kKOTTAapa and to ENCODE Consortium Ba Ttpoc@Epel
TEPLOCOTEPEG TIANPOPOPIEG OXETIKA LE TA PUOULOTIKA GTOLXELQL.

['a cvouata-povtéAa 0Tws 1 Drosophila kat Stagopa okovAikia yivovtat
Tapopoleg €pevveg amd to ModENCODE Consortium, evey TpoomaBeleg yivovtal
WOTE VA avaTITUXOEL Eva TTAPOUOLO TIPOYPAUUA YL TIOVTIKLAL.

2.6 Online epyaleia yia ovvévaotikn avalvon

To Galaxy sival éva online yoviStwpatiko epyaieio avaAvuong Tov eMITPETEL
OTOUG XPNOTEG va EKTEAOUV €vav aplOpd avaAVoewV oLVSVACTIKWY SESOUEVWY
yoviSiwpatwyv. [apdAo mov Sev eival amd poévo tov pia Baon dedopévwv cuvdéetal
amevBelag pe MOAAEG TNYEG, OMwG To Genome Browser tou mavemoTnuiov Tng
California - Santa Cruz.

‘Eva aAdo emiong Ompo@urég online epyadelo eivat to DAVID Tov
XPNOLUOTIOLEITAL Y@ avAAvoen YoviSlakng ovtoloyiag. EmmpoocBeta, ywx va
KATAVONGOUE TN AELTOVPYIX TOU YyoviSiov Kol TIG OAANAETSPACELS HETAED TwWV
TPWTEIVWOV TIPETEL VA OTPEYPYOUUE TO evla@EpPoV pag o€ yovidia-kAedia. Evag
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aplBpog online epyaieiwv 6mwg to Cytoscape, STRING, mouseNET KA. pmopolv va
Bonbnoovv oe avty TV KateLBLVOT).

3. MEALOVTIKEG IPOOTITIKEG TWV genomics

3.1 llpofAnuata

M amd TI§ PEYQAVTEPEG TPOKANOELS TIOU OVAKUTITEL ATO TIG LYNAESG
TEXVOAOYIEG LETPTONG TOV YOVISLWOUATOS (VAL T TEPAOTIX TTOGOTNTA §ES0UEVWV TIOU
mapayetal amdé avtég. ‘Etol, n Swaxeiplon avtwv twv Sedopévwv kabiotatoal
SU0oKoAN, WBlaiTepa yla TEPAUATA TTOV Xpnotpomolovy pedddouvg NGS. To epwtnua
IOV YEVVATAL EVAL TIWG OL EPEVVNTEG UTTOPOVV VA XPTOLUOTIOLOVV ATIOTEAECUATIKA
Sdedopéva TETOOVL UEYEBOUGS Yl CLUYKPLTIKN avaAvor. levikotepa Ta mpofAnuata
UTTOPOoUV Vo avaAvBolv o€ 2 HEYGAES KATNYOpPIEG:

e Eumodia yia tov emotiuova: T'ia va yivouv peydda Bruata otig pedoddoug
ETIOUEVNG YEVLAS XPELX{OUAOTE EPYAAELN VIO TOV ETILOTIUOVA, WOTE VA UTTOPEL
Vo avaAVeL Ta SeSoUEVA TOV PE ATOTEAEOUATIKO TPOTO0. Eva TéTolo epyaieio,
To omolo avamtiooeTal 5w Kal TOAA& xpovia eivat to Galaxy. Emiong, éva
GAAO0 QVOAUTIKO GVOTNUA TO OTOl0 XpMOLUOTIOLEiTAL €lval To GisGenome.
E@ddia 6Twg oL genome browsers gival akoun KATola amd Ta KAAVTEPA
epyaAeia. 'Evag kaddG browser pmopel va SLakpivel plag KoANG TTOLOTNTOS
opada Sedopévwv amo ploe EAAMTN opdda kal va avadeifel oxnuata Kot
TGoelS ot Sedopéva Xwpig TNV AVAYKN OTATIOTIKWV UETPioewv. TToAAol
browsers givat StaBéaipol, 6w o Entrez Genome, o Ensembl, o UCSC Genome
Browser xal 0 Anno-J.

e BiomAnpogopiaxa (bioinformative) eumddia: YTAPYOUV OaKOUA TOAAQ
EPWTNUATA KATA TNV avaAvon dedopévwv NGS. IMa mapddetyua, mopapével
adlevkpivioto mws RNA-seq dedopéva ov mpoépyovtal amd TMAATQOPUES
mov StaBalouvv pikpéG aAAnAovyies Ba opaAomolovvtal pe dedopéva oo
HeyaAvTtepes aAAnAovyies. Emiong, mapapével to epowtnua av ot RNA-seq
néBodoL tov mpoTteivovtal Ba elvat kaBoAkés kat Ba e@apudlovtal TavTo.

3.2 To uéAdov Twv genomics

To péAdov Twv genomics otnpiletal otn BEATIWON TWV TEXVOAOYLWDV, WOTE
va Uopovv va vloBetnBoVv o€ Eva peyaAvtepo eVpog eapuoywv. I'ia v emitevén
autoV, mpofAémetal 0Tl Ba vTApEel PEATIWON G€ CUYKEKPLUEVOUG TOUELS, OTIWG
TAPOVOLAJETUL TTAPAKATW.

3.2.1 BeAtiwon tn¢ axpifetag twv dlayvaoewv

XpnoomolwvTtag Tis eB6Soug ou Exouvv 18N TEPLypa@El, popel kaveic va
HETPNOEL €va OAOKANpPo YoviSiwpa, Eekwvwvtag pe Atyotepo amd 1lug DNA,
XPNOLWOTOLWVTAG SMAAST TNV TOOOTNTA YEVETIKOU VAIKOU amd Tepimov 150
kOTTapa. IMapod’ autd, vmapyouvv TUTOL SELYHATWV TA OTOIX HELWVOUV aAKOUN
TEPLOCOTEPO TNV ATMALTOVUEV] TOGOTNTA YEVETIKOU VAkoU. TN mapaderyuq,
EPELVNTEG €XOUV NON EEKIVIIOEL VA KOLTOUV O€ YOVISLOUATA ATAWY KUTTAPWV (Kal

18



OXL EVOG LOVO KUTTAPOV), emegepydlovtag piKpoUS MANOUOHOUG aveEdpTNTA, WOTE
VO EKTLUNOOVV TNV ETEPOYEVELX GTOV TTANOVGUA. ‘OpwG, eELST Eva KOTTAPO TEPLEXEL
miepimov 6pg DNA kat 10pg RNA, 1o avtiotoiyo onua eivat moArég tagelg peyéboug
a0BEVEGTEPO ATIO TO KAVOVIKO.

‘Evag GAAog TUTo¢ Selypatog mov Ba w@edoVvtav amd pia BeATiwpévn
avaivon evalcOnoiag eivat to FFPE (Formalin-Fixed, Paraffin Embedded) Ssiyua.
Ta FFPEs eivat Selypata 10T0U, KATAAANAQ XNMUKWG Yl TNV HElwon ToOv
EKQUALOPOY, MOTE VA UTOPOVUV VA CUVTINPOUVTAL yla va Tapatnpndolv oto
uikpookomio. Emeldn vmapyouvv tepdotia apyxeio yia To oToiot oL AETTOUEPELS
Topeieg Twv aobevwv elval 1)dN YVWOTES, 0L EPEVVNTEG UTTOPOVV VA XPTCLUOTIOLOVV
FFPE Selypata wg myég yia v BeAtioon ¢ Sldyvwong, avixvevovtag TOUG
YEVETIKOUG SeikTeG TNG aoBévelag. ITapoA’ autd, ) TPOETOUATIA, 0 XPWUATIONOS Kol
n amoOnkevon FFPE Setypdtwv pmopolv va QAAOLWOOUV TO YEVETIKO UALKO,
kablotwvtag SvokoAdtepn v pétpnon Ttov. H  wavomta, Ouwg,  va
xpnowomolovTal TéTola Selypata Kol va EKTEAOUVTAL YOVISIWUATIKEG AVAAVOELS
TAVW OE OUTA ATOTEAOUV OVEKTIUNTEG TMNYEG Yl TNV €VPECT TUXOV YEVETIKNG
oLVUBOANG 6TV GBEVELA 1] TNV AVAPPWON.

3.2.2 Avénon tn¢ evatobnaoiag Tov cueTHUATOS 0TOV A0Y0 onjuatog-8opvov

Y& KATOLEG TEPLTMTTWOELS, TO ONUA OO HOVO TOL PPIlOKETAL O KAVOVIKA
emimeda, aAda éva moAV vymAdtepo emimedo BopVBov To efaobevel, OTTWS Y
Tapadetypa ovpfaivel otn PEAETN TOV €8A@OVG, TOV BAAacovoy vePoU Kal TOU
avOpwWTIVOU EVTEPOV, LLE TNV YEVETIKN TIOIKIALa TOV Selypatog va kablotd sUokoAo
TOV SLaYWPLOPO TWV CUOTATIK®OV SLAPOPETIKWY opYaviopwy. KaBoplotikdg sivatl
ETMIONG 0 POAOG TWV genomics 0TV HEAETN TOU KAPKIVOUL 0 0Ttolog oplleTal amd tnv
Skl touv aotaBelx kat maboAoyia. Eivatr olyovpo o6tL Ba vmapEouv onuavTikEg
TPO0SOoL TTPOG VTNV TNV KatevBuvon.

3.2.3 Meiwon Tov k6oTOUC

OL BeAtwwoelg Twv Tpodlaypapwyv Ba emmpedcovy TNV MOGOTNTA TWV
SLABECIHWY YEVETIKWV TIANPO@POPLWYV, EVM 1] ATTOTEAECUATIKN HElWOTN TOU KOGTOUG
Ba avolEel vEEG ayOpES, OPLODETWVTAG UL TIOLOTIKT) GAAXYT) TOU TPOTIOU LE TOV OTIOLO
To YoviSlowpata emnpedlovv v KaOnuepvOTNTA pag. ‘Otav To KOGTOG HETPNONG
€VOG OAOKATPOV YOVISLWOUATOG YIVEL GUYKPIOLLO [E TO TWPLVO KOGTOG AVAAVGNG EVOG
uovo yovidiov, 1 ayopd Ba Buwoel pa EExwPLoTH OTLyUn, KABWS o TANUUvpa
EQPAPUOYWV Yl pétpnon Ba ep@aviotovv. H Siayvwon, n mpoéyvwon, Ta yoviSlaka
@AapuoKa KAl yewmovia 0a aAAGEovy yla mavta.

3.2.4 Avantvén yovidlakwv papuakwy

‘Otav 1 péTpnomn 6A0V TOU YOVISIWUATOG KOGTOAOYEITAL KATIOLEG EKATOVTASES
SoAapiwv, Ba apyioel va xpnopomoleital Tavtov TpyVpw pag. Qo yivel Slaitepa
oUVNOEG TO Va €YEL KATIOLOG avTiypa@o Tov yoviSiwpatos tov. Kaboplotikog Ba
elval emiong o poAog Tmov Ba SLadpapATioEL | TAUTOTIOIMON YEVETIKOU VAIKOU Kal
oV yYewpyia. 'Evag dAAog topéag mov Ba emnpeactel o€ peydio Badbuod Ba elval o
TOUEQG TNG PAPUAKEVTIKNG. ZNUEPQ, ouvBwe Ttaipvel 12 xpovia va €pBel Eva véo
@APUOKO OTNV AYOPQ, HE TOV UGG Ao TOV XPOVO va SATAVATAL OTNV £PEVVA Kal
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oTNV avakaAvym kat Tov GAAo pod oty £ykplon tou. H pétpnon DNA Ba emmpedoet
kat ta dvo otadia. Kata v Sudpkela g avakaAvymg, ot Swadikacies O
ATOCAENVIOTOVV OaTI0 TN YOVISIWUATIKY] aVvAALOT), 08NYWVTAG OE OGTOXEVUEVN
AVATITUEN PAPUAKWY KAl OE GUVTOUOTEPOUG KUKAOUG avakdAvymne. H Swadikaoia
™G €yKpLong Ba §tevkoAVVOEL ATtd TNV XP1|OT) YEVETIKWV SOKILWY, WOTE VAL 0pICOVUE
Toug TIANBLOUOVG aoBevwv oL Ba euTMAEKOVTAL OTN SOKLU VEWV @APUAKWV.
Emtiong, BeAtiwon Ba vmapiel kat otn Bepameia, KaBWG CUVOSEVTIKA YEVETIKA test
v @dappoxka 0a Bonbnoouvv Toug ylaTpoU§ Vo TTAPOUV ATIOPACEL OXETIKA UE TO
WG EVA QAPUAKO AAANAETILEPA LLE TN YEVETLIKT) 6UVOEOT EVOG aoBeVOUG.

3.3 Teyvikég TPOKANOELS

['a va emitevyBovv oL TPAoSoL IOV TIEPLYPAENKAV TTHPATIAVW, Ba amattnOel
va EEMEPACTOVV 0PLOUEVA TIPOPLANUATA AUECA CUVOESEUEVA LE XM ULKA, UNYAVIKA Kol
UTIOAOYLOTIKA LOVTEAQ TWV GUGTNUATWY LETPTOTG.

[Na mapadetypa, o pubuds pe tov omoio Seiypata DNA petpovtal onuepa
eCaptatal amd To pubuod e Tov omoio aVTA elvatl SuUVATO Vo TTPOETOLUACTOVV KAl VX
@opTwOHOVV OTIG unxavés. Le pwa oVvokeymn, To Broad Institute mepiéypae tig vmd
eCEALEN TIPOOTIADELEG IOV KAVEL, WOTE va ALENOEL TOV APLOUO TwV SELYPATWVY OV
UTIOPEL £VAG TEXVIKOG VA TIPOETOLUACEL avd Sopada amd 12 1) 15 o€ mepimov 1000,
KAVOVTOG TNV TPOETOLUACI EVOG SELYLATOS YPTYOPOTEPN Kol ONVOTEPT).

Emiong, avagépovpe otL To HiSeq 2000 cVotnua eival tkavo va Tapayet
mepimov 40GB mAnpo@oplwv pétpnong v nuépa. IAnpogopieg mov mapdayovrtal
KOl CUYKEVTPWVOVTUL UE TETOLO PLOUO Sev pmopovv va eival ATOTEAECUATIKA
Slaxelpiopes amod evav Tomiko vmoAoyloth. H amoBnkevon, Staxeiplon kat avaivon
TETOLOU OYKOU TIANPO@OPL®OV UTopEel va Yivel povo péow cloud eite amod tomikovg
servers e(Te amo Tpita PHEAN.

3.4 Mn texvikég mpokAnaels

H emavaoctaon mov €xel ouufel otig teyvoroyieg uétpnong touv DNA €xel
EYEIPEL ONUAVTIKA KOWWVIKA, TIOALITIKA, NO1KA Kat vopika Bépata. I'a mapadetyua,
TIOeTUL TO EPWTNUA YLK TO TIWE TIPOCTATEVOVE TA SIKALWUATA EVOG ATOUOV OTAV 1)
avaAvon DNA avakaAUPel 0Tt gival moA) mBavd oto uéAAOV va UTIO@PEPEL ATIO
Kamola aoBEvela, el01Ka OTav auth 1 acBévela Sev eival Laowun. Ti emidpaon Ba €xel
QUTH 1 YVWON OTA EMNPEACHEVA ATOUN KOL OTI OLKOYEVELEG TOUG, Oa £TpETE
ACPOALOTIKEG eTalpieg 1 mOavol €pyoddTeG va €xouv TIPOOPAOCT OE YEVETIKEG
TANpo@opieg; Av 0xL, Ttws Ba TepLopilape av T TV TTPpoOcaon;

‘Eva emiong nOwkd Oépa yevvdatar pe v Aeyopevn Germline therapy.
TOppwva pe autnv TNV uéBodo, UTOpPOVUE Vo ELGAYOUUE, Ylot TAPASELYUd, VEX
yoviSia o€ EKKOAATITOUEVA AUYQA KL £TOL VA KAAGEOVE TA YEVETIKA XOUPAKTNPLOTIKA
TWV HEAAOVTIKWV YEVEWV. AUTN 1) TEXVIKT €XEL 1161 XxpnoLpomomn0el yia va elcayboiv
EMOLUNTA XUPAKTNPLOTIKA o€ QUTA Kal {wa. 'Etol, Ba pmopovoe va kplbel Oepitd
VO UTTOPOVLE VA XPTOLLOTIO|COVLE TN CUYKEKPLUEVT uéBodo, wote va Slopbwaoovpe
avOpwTIVEG YeVETIKEG aoBéveleg, OTws 1 Tay-Sachs acBéveia 1 n acBévela
Huntington. IapoA’ avutd, mpémel va elpaote TOAD TPOCEKTIKOL UE TNV €QAPUOYN
™G o€ avOpWTOUG, KABWG 1) CUYKEKPLUEVT] TEXVIKT £XEL TNV SUVAUN VA TIPOKUAECEL
UeyaAn (nuid oto yoviSiwua tov opyaviopov. EmimpocOeta, molog Ba amopacioel
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TOLOL YEVETIKA XOPAKTNPLOTIKA Elvat eMOLUNTA KAl ol aveTOUUNTR; O ETPETE 1)
TEXVIKN VO XPNOLUOTIOLEITAL Yl Vo 0AAGEEL TNV QUOLKY EL@AvIoT, TNV eEuTvada 1)
TNV TPOCWTIKOTNTA €VOG atopov; 'Exel kavelg tnv adela va TAPEL TETOLES
ATIOPAOELG;
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